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GP6 gene
glycoprotein VI platelet

Normal Function

The GP6 gene provides instructions for making a protein called glycoprotein VI (GPVI).
GPVI is a receptor protein that is embedded in the outer membrane of blood cell
fragments called platelets, which are an essential component of blood clots. Normally,
blood clots protect the body after an injury by sealing off damaged blood vessels and
preventing further blood loss.

Receptor proteins, like GPVI, have specific sites into which certain other proteins, called
ligands, fit like keys into locks. Together, ligands and their receptors trigger signals that
affect cell function. The main ligand for GPVI is a protein called collagen, which is found
on blood vessel walls. In response to an injury that causes bleeding, the GPVI protein
attaches (binds) to collagen, which begins clot formation and signals additional platelets
to come together to increase the size of the clot. The GPVI protein can also bind to a
protein called fibrin, which is the main protein that forms blood clots.

Health Conditions Related to Genetic Changes

glycoprotein VI deficiency

At least five mutations in the GP6 gene have been found to cause glycoprotein VI
deficiency, a bleeding disorder associated with a decreased ability to form blood
clots. The mutations lead to the production of no GPVI protein; an abnormally short,
nonfunctional GPVI protein; or a protein that is less able to bind to collagen. Without
GPVI binding to collagen, platelets cannot come together efficiently at the site of an
injury to form a clot, leading to an increased risk of nosebleeds, abnormally heavy
or prolonged bleeding following minor injury or surgery, or other bleeding problems
associated with glycoprotein VI deficiency.



Chromosomal Location

Cytogenetic Location: 19q13.42, which is the long (q) arm of chromosome 19 at
position 13.42

Molecular Location: base pairs 55,013,705 to 55,038,264 on chromosome 19 (Homo
sapiens Annotation Release 108, GRCh38.p7) (NCBI)

Credit: Genome Decoration Page/NCBI

Other Names for This Gene

• glycoprotein 6

• GPVI

• GPVI collagen receptor

• platelet collagen receptor

• platelet glycoprotein VI

• platelet membrane glycoprotein VI

Additional Information & Resources

Educational Resources

• Platelet-Vessel Wall Interactions in Hemostasis and Thrombosis (2010): Platelet
Adhesion Molecules
https://www.ncbi.nlm.nih.gov/books/NBK53455/#s2.3

Scientific Articles on PubMed

• PubMed
https://www.ncbi.nlm.nih.gov/pubmed?term=%28%28GP6%5BTIAB%5D%29+OR
+%28glycoprotein+VI+platelet%5BTIAB%5D%29%29+AND+%28%28Genes%5B
MH%5D%29+OR+%28Genetic+Phenomena%5BMH%5D%29%29+AND+english
%5Bla%5D+AND+human%5Bmh%5D+AND+%22last+1800+days%22%5Bdp%5D
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OMIM

• GLYCOPROTEIN VI, PLATELET
http://omim.org/entry/605546

Research Resources

• ClinVar
https://www.ncbi.nlm.nih.gov/clinvar?term=GP6%5Bgene%5D

• HGNC Gene Family: Immunoglobulin like domain containing
http://www.genenames.org/cgi-bin/genefamilies/set/594

• HGNC Gene Symbol Report
http://www.genenames.org/cgi-bin/gene_symbol_report?q=data/
hgnc_data.php&hgnc_id=14388

• NCBI Gene
https://www.ncbi.nlm.nih.gov/gene/51206

• UniProt
http://www.uniprot.org/uniprot/Q9HCN6
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